Summary. We report the a1-antitrypsin phenotypes of 2I patients with sex chromosome mosaicism and their parents. The proportion of heterozygotes in the group of parents is significantly greater (p < 0.01) than that proportion in both control groups. The maternal or paternal contribution to the statistical significance of this observation cannot be distinguished in our small sample of families.
Aarskog have suggested that mothers of children with sex chromosomal mosaicism show a higher prevalence of either hetero-or homozygosity for electrophoretically detectable variants of serum alpha1-antitrypsin. These authors related the observed deviation of the phenotype distribution to the occurrence of sex chromosome mosaicism and postulated a possible causal relationship. Since their number of patients was small, we thought it would be worthwhile to study the distribution of alpha1-antitrypsin alleles in more patients with different types of sex chromosome mosaicism and their parents.
Methods
We determined alpha1-antitrypsin phenotypes according to Fagerhol's and Laurell's method (1970) with antigen-antibody crossed electrophoresis in each sample, and measured its concentration immunologically (Kueppers, 1967) . Data for the control groups were derived from two sources; one population from northern Germany (462 individuals) (Goedde et al, 1970; Kueppers, 1971) and one Norwegian population sample (2 830 individuals) (Fagerhol, 1967) Our studies were carried out during a period of one year. The patients had been ascertained previously by one of us (E.P.) in a genetic clinic for a variety of reasons related to growth and sexual development. The majority were phenotypic females aged 8 to 29 years at the time of study. All patients and their parents were living in northern Germany.
For comparison of parents and controls the proportion of heterozygotes in the control populations was treated as a constant and the deviation from that proportion was tested using binomial tables.
Results and discussion
The results of our chromosomal and alphalantitrypsin studies are summarized in Table I . The concentrations of alpha1-antitrypsin were normal for each phenotype. Of the 21 patients, 16 showed the usual phenotype M, three were MS, one was MF, and one was MZ. Of 18 mothers tested, 14 showed phenotype M, two were MS, and two were MF. Of 11 fathers tested, eight had an M phenotype, one was MF, and two were MZ.
The prevalence of all heterozygotes combined (MF, MS, MZ) was significantly greater (0.005< P <0.01) in the parent group than in both control populations. We cannot discern with certainty from our data whether the higher prevalence of heterozygosity in the parents is due to the contribution of mothers or fathers to the total group. While our data thus tend to support Aarskog' 
